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ÄæóÄ¶íÄº·óì≠ÑŒíºÄŒÄ¡í”Û‡”ó¢ºîœÇ§¿ûŸŒóºÙ
(California Newborn Screening Test)

ÄæóÄ¶íÄº·óì≠ÑŒíºÄŒÄ¡í”Û‡©æ†æíá‡¶ãá¡¶¿í§…ÄÅ≠Ñï‡æó ´§≈á‡¶ãö„≠ÑÄºó

ôŸ·” „́©ªÛ≠ÑÅ≠Ñ§…Ä î≈Äïø§æã‘í„. ÄæóÄ¶íÄº·óì≠ÑŒíºÄŒÄ¡í”Û‡

Öªá‡¶ã” „́ù>ôùªãæí≠ºó”íóƒ·ÑÅ≠ÑŒíºÄ Œù≈·≠Öª‘í„Œ§¡‰†ì>‰óÄæóö¿·óö>¶” „́ïºóÄæó.

Äæóù>ôŒ º́óùªãæíœ§ªÄæóö¿·óö>¶œì‡́ >¶ï¡©æ†æíá‡¶ãö„≠ÑÄºóÄæóŒöºóöºóãæ≠‡≠ó

œ§ª/´§≈ÄæóŒÖºôŒöºóï¡·Œöºó≠ºóìª§æãŒî¿ÑÅº‰óŒ©ºÙá¡¶¿í‘í„.

†¡ÄæóÄ¶í´æùªãæíáªó¿í”íœí‡”ó¢ºîœÇ§¿ûŸŒóºÙ?

Œù≈·≠ö„„≠ÑÄºó©»ÅªùæôÅ≠ÑŒíºÄó„≠ãŒÄ¡í”Û‡, Ä>íÛæãÅ≠Ñ¢ºîœÇ§¿ûŸŒóºÙÄøó>í¶‡æ

§…ÄÅ≠Ñï‡æóì„≠Ñ‘í„∑ºôÄæóÄ¶íÄº·óì≠Ñ©ø§ºôŒíºÄŒÄ¡í”Û‡ (Newborn Screening: NBS)

Ä‡≠ó≠≠ÄÖæÄ“∑ÑÛŸ. ÄæóÄ¶íÄº·óì≠Ñó¡‰œ†‡óŒù≈·≠Ä¶í´æùªãæí”óÅ>ÑŒÅííº·ÑìŸ·‘öó¡‰:

§ªô>ôŒ†ìæ“ô§¿Ä

öªì¿Ä¿§¿ãæïæÑŒÇ†¡”ó∑‡æÑÄæãï¡·”á„”óÄæó

©„æÑùª§ºÑÑæóœ§ª©„æÑŒó‰≈≠Œã≈·≠

ì‡≠†Åºôã‡≠ã

∑Ÿ“†óï¡·†¡õ>óìŸ·ÄºôÄæóŒ∑ºí¶ÙÄÅ≠Ñ∑‡æÑÄæã

∑¡“†“Ä§ô¿ó

Œ†ºíŒ§≈≠íœíÑï¡·Œöºó“ìóø©>·Ñ≠º≠Äá¿ŒÖºó

”ó¢ºîœÇ§¿ûŸŒóºÙ ”óœì‡§ªö¡œ†‡ó†¡ŒíºÄó„≠ãŒÄ¡í”Û‡öª†æó 625 Ç>óï¡·î≈Äù>ô¶‡æ

Œöºóùªãæí ≠ºó”íóƒ·Ñ”óÖøó¶óùªãæíï¡·Ä‡æ¶†æó¡‰. ≠ºóó¡‰ÛæãÇ¶æ†¶‡æ ŒíºÄó„≠ã 1 ”ó

900 Ç>óï¡·∑ºôÄæó Ä¶íî≈Äù>ô¶‡æŒöºóùªãæí≠ºó”íóƒ·Ñï¡·Ä‡æ¶†æó¡‰.

(Œô¿·Ñùªãæí©ªŒùæª”íóƒ·Ñ”óœì‡§ªÛ¶í“íãŒ§¡‰†œì‡Ó„æï¡ 10.)



ŒíºÄó„≠ãï¡·Œöºóùªãæí”íóƒ·Ñ”óÖøó¶óùªãæíŒ´§·÷ó¡‰

≠æíŒô¿·ÑÇ¡¶‡æœÅÑœ∑Ñí¡́ §æã”óŒ¶§æŒÄ¡í”Û‡

œì‡ÄŸãºÑ©æ†æíŒöºóùªãæí∑„æãœ∑Ñ”íóƒ·Ñ‘í„.

Œ†≈·≠≠æÄæóÅ≠ÑùªãæíŒ§¡‰†öªÄ>í” „́Œ º́ó, †ºó≠æí

©æãŒÄ¡ó‘öï¡·Öªö„≠ÑÄºóÇ¶æ†Œ©ºÙ´æãì··ŸŒíºÄ‘í„.

ó¡‰œ†‡óŒ´íõ>ó¶‡æ Œöºó´ãºÑ§…ÄŒÄ¡í”Û‡Å≠Ñï‡æóÖƒ·ÑÇ¶ó∑ºôÄæó

Ä¶íÄº·óì≠ÑÄ‡≠ó≠≠ÄÖæÄ “∑ÑÛŸ.

ùªãæíŒ´§·÷ó¡‰©æ†æíö¿·óö>¶‘í„ôŸ·?

‘í„. ù¶ÄŒ∑÷” „́Äæóö¿·óö>¶°·æÑ†¡öª©¿íï¿ùæô©ø§ºôùªãæí

©‡¶ó´§æãï¡·ù¶ÄŒ∑÷Ä¶íù>ô. Äæóö¿·óö>¶≠æí§¶†Œî¿ÑÄæó” „́≠æ´æóù¿Œ©í

´§≈Äæó” „́°æ. ŒíºÄó„≠ãŒÄ¡í”Û‡ï¡·‘í„∑ºôÄæóö¿·óö>¶œì‡́ >¶ï¡œ§ª©ªÛ·Ÿæ©ªŒÛ¡

©æ†æíŒì¡ô”´ã‡œ§ª†¡©»Åªùæôã≈óãæ¶‘í„. œì‡°·æÑ”íÄŸí¡ôæÑùªãæíï¡·Ä¶íù>ô,

ÄŸ·≠æíôŸ·†¡Äæóö¿·óö>¶ï¡·†¡öª©¿íï¿ùæô” „́.

ÄæóÄ¶íÄº·óì≠ÑÇ≈́ ãºÑ?

ÄæóÄ¶íÄº·óì≠ÑÇ≈ ÄæóÄ¶íÄæÇ>óôæÑÄ»‡†Œù≈·≠á≠Ä´æô»ÄÇ>óï¡·©‡ÙÑìŸ·

ÄæóŒöºóùªãæíôæÑ°·æÑŒî¿Ñ¶‡æ ŒÅ÷ŒÖ‰÷≠æíŒô¿·ÑÇ≈¶‡æ†¡©»Åªùæô©>†ô…óí¡ÄŸìæ†.

ÄæóÄ¶íÄº·óì≠ÑŒíºÄŒÄ¡í”Û‡œ†‡óŒ∑ºí” „́∑…„¶‡æ ŒíºÄó„≠ã©‡¶ó´§æã,

œì‡ôŸ·œ†‡óï»ÄÇ>ó, Œöºóùªãæí≠ºó”íóƒ·Ñ´§≈Œöºó´§æãùªãæí

ï¡·Ä¶íù>ôùæã”ì„“ÇÑÄæóÅ≠ÑœÇ§¿ûŸŒóºÙ. °·æÑ”íÄŸí¡ ôŸ·œ†‡ó¶‡æŒíºÄó„≠ãï»ÄÇ>ó

ï¡·†¡õ>óÄæóÄ¶íÄº·óì≠ÑŒöºóô¶ÄÖªŒöºóùªãæí≠ºó”íóƒ·Ñ. ì„≠Ñ†¡ÄæóÄ¶íÄæœ§ª

ÄæóöªŒ†¡óõ>ó“íãõ…„” „́ôŸ§¿Äæó©»Åªùæô ´§≈œùíá‡Ù¶áæóí„æó

ŒíºÄŒù¡‰†Œì¡†≠¡ÄÄ‡≠óÖªô>·Ñ†ªì¿ùªãæí‘í„.

ÄæóÄ¶íÄæŒ∑ºíÇ≈œó¶”í?

Öª†¡ÄæóŒÖæªŒ≠÷Œ§≈≠í©≠Ñ©æ†°>íÖæÄ©>‰óì¡óÅ≠ÑŒíºÄó„≠ã‘öŒ≠÷¶æÑ”©‡ŒÖº‰ÙÄº·óì≠Ñù¿Œ©í.

ÖæÄóº‰ó Œ§≈≠íÖªî≈Ä©>·Ñ‘öÄ¶í”ó „́≠Ñï>í§≠Ñï¡·‘í„∑ºôÄæó∑ºô∑≠ÑÅ≠Ñ¢ºî.

2



ÄæóÄ¶íÄæó¡‰ö≠íùºãôŸ·?

ö≠íùºã, ÄæóÄ¶íÄæó¡‰ œ†‡óÑ‡æãíæãœ§ªö≠íùºãí¡. ”ó¢ºîœÇ§¿ûŸŒóºÙ

†¡ŒíºÄó„≠ãŒÄ¡í”Û‡ ´§æãÄ¶‡æ 12 §„æóÇ>óï¡·‘í„∑ºôÄæóÄ¶íÄº·óì≠Ñ

“íã¶¿ï¡ÄæóŒÖæªŒ≠÷Œ§≈≠íï¡·©>‰óì¡ó “íãôŸ·‘í„∑ºô ≠ºóìª§æã´ãºÑ.

ÄæóÄ¶íÄæÇ¶óÖªŒ∑ºí”óŒ¶§æ”í?

ÄæóÄ¶íÄº·óì≠ÑŒíºÄó„≠ãŒÄ¡í”Û‡Ç¶óÖªŒ∑ºíùæã´§ºÑŒíºÄó„≠ãŒÄ¡í≠æã»‘í„°·æÑÓ„≠ã 12

á>·¶“†Ñ œì‡¶‡æì„≠ÑÄ‡≠ó≠æã»Öª∑≠í 6 †≈‰. ÄæóŒÖæªŒ§≈≠í–Ä‡≠ó≠æã»∑≠í 12 á>·¶“†Ñ

≠æíôŸ·” „́õ>óÓ„æŒá≈·≠î≈‘í„©ªŒÛ¡‘ö©ø§ºôôæÑùªãæí”óÄ»‡†ùªãæíŒ†ìæ“ô§¿Ä.

î„æŒöºóíº·Ñóº‰ó ´§ºÑÄæóÄ¶í œ§„¶Öªì„≠Ñ†¡ÄæóŒÖæªŒ≠÷Œ§≈≠íì>¶°·æÑ≠¡ÄŒï≈·≠Óƒ·Ñ

Œù≈·≠Ä¶íÇ≈ó≠¡Ä. î„æ¶‡æ ï‡æóùæ§…Ä≠≠ÄÖæÄ“∑ÑÛŸ ´§≈©…óôŸ§¿ÄæóÄæóŒÄ¡í§…Ä

Ä‡≠ó§…Ä≠æã»Œî¿Ñ 12 á>·¶“†Ñ, ï‡æóÖªì„≠Ñùæ§…ÄÄºôÇ≈ó†æ∑ºôÄæóÄ¶í©ø§ºô

Çº‰Ñï¡©≠ÑÇ≈ó≠¡Äùæã”ó©≠Ñ©æ††≈‰.

ŒíºÄŒÄ¡í”Û‡ï¡·ôŸ·‘í„ŒÄ¡í°…·“∑ÑÛŸÄŸÖªì„≠Ñ†æ∑ºôÄæóÄ¶íÄº·óì≠Ñó¡‰Ç≈Äºó. ÄæóÄ¶íó¡‰Ç¶ó

Œ∑ºí” „́œ§„¶ Œ†≈·≠ŒíºÄ≠æã»”Ä„Öª‘í„ 6 †≈‰. Ö>·Ñ“ï¢´æóæÑõªí»ÑÇºó, ï‡æóÛŸÅ≠Ñ§…Äï‡æó

´§≈ùªœóÄ©»ÅªùæôöªÖøŒÅíÅ≠Ñï‡æó Œù≈·≠ùæ§…ÄÅ≠Ñï‡æó†æ∑ºôÄæóÄ¶íÄº·óì≠Ñ.

Å„≠ã©æ†æíöªì¿Œ©íÄæóÄ¶íÄº·óì≠Ñ‘í„ôŸ·?

ï‡æó©æ†æíöªì¿Œ©íÄæóÄ¶íÄæ‘í„©ªŒùæª”óÄŸ§ªó¡†¡Œ´íõ>óïæÑ©æ©ªÓæï¡·ù¿Œ©íŒï··÷óº‰ó.

ï‡æóì„≠ÑŒáºóá≈· ”óû≠†ù¿Œ©í. ”óû≠†óº‰óÖªô≠Ä¶‡æ ÄæóôŸ·” „́§…ÄÄ¶íÄº·óì≠Ñ

©æ†æí©>·Ñõ>ó” „́ŒÄ¡íÄæóŒÖºôŒöºóï¡·∑„æãœ∑Ñ ´§≈∑‡æÑÄæãÅ≠Ñ§…Äï‡æó

î≈Äïø§æã°·æÑîæ¶≠ó‘í„. ”óóº‰óãºÑô>·Ñ‘¶„≠¡Äí„¶ã¶‡æ î„æŒÄ¡íÄæóŒ©ºÙ´æãíº·ÑÄ‡æ¶

ï‡æóÖªã≠†∑ºôõ¿íá≠ôŒ≠Ñï»Ä°·æÑ.
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õ>óÄæóÄ¶íÄæáºíŒÖóôŸ·?

áºíŒÖó. Œ§≈≠íÖªî≈Ä©>·Ñ‘öÄ¶í”ó „́≠Ñï>í§≠Ñï¡·‘í„∑ºôÄæó∑ºô∑≠ÑÅ≠Ñ¢ºî.

ùæÄ¢ºîÖªì¿íìæ†Œô¿·ÑÄæóŒ∑ºí¶ÙÄÅ≠Ñ „́≠Ñï>í§≠Ñ°·æÑ”Ä„á¿íŒù≈·≠” „́œó‡”Ö¶‡æ

õ>óÄæóÄ¶íÄæóº‰óŒá≈·≠î≈‘í„. ”óÄŸ§ªó¡Ó„≠ãóºÄÓ„≠ãÓæï¡·ŒíºÄó„≠ã

ï¡·†¡ùªãæíï>·¶‘ö≠ºó”íóƒ·ÑÖªôŸ·î≈ÄÄ¶íù>ôŒ†≈·≠‘í„õ‡æóÄæóÄ¶íÄº·óì≠ÑŒíºÄŒÄ¡í”Û‡

ï¡·†¡õ>óŒöºóô¶Ä. ©ø§ºôôæÑùªãæíï¡·ôŸ·Ç‡≠ã†¡óºΩó, ÄæóÄ¶íÄæ≠æíù>ôŒ º́ó

°…·óøœì‡”óÄ‡»† ŒíºÄó„≠ãŒÄ¡í”Û‡Öøó¶óÓ„≠ãŒï·÷óº‰ó.

Å„≠ãÖª‘öŒ≠÷õ>óÄæóÄ¶íÄæ‘í„Öº·Ñ”í?

î„æ¶‡æ õ>óÄæóÄ¶íŒöºóô¶Ä, ï‡æóÖª‘í„∑ºôÄæóì¿íìŸ·ùæã”ó©≠Ñ©æ††≈‰́ §ºÑÖæÄï‡æó

≠≠ÄÖæÄ“∑ÑÛŸ. î„æ¶‡æ õ>óÄæóÄ¶íŒöºó§>ô, ï‡æóÛŸÖª”á„Œ¶§æ

öª†æó©≠Ñ≠æï¿í”óÄæóŒ≠÷©øŒó÷Å≠Ñõ>óÄæóÄ¶í. ï‡æó©æ†æíÅŸŒ≠÷

õ>óÄæóÄ¶íÅ≠Ñ§…Äï‡æó‘í„ÖæÄï‡æóÛŸ ´§≈Ç§¡ó¿Ä. î„æ¶‡æ ï‡æóÛŸ

Å≠Ñï‡æóôŸ·†¡õ>óÄæóÄ¶í, Œù¿·ó©æ†æíì¿íìŸ·ïæÑ“ÇÑÄæó

ÄæóÄ¶íÄº·óì≠ÑŒíºÄó„≠ãŒÄ¡í”Û‡

Œù≈·≠ÅŸŒ≠÷©øŒó÷õ>óÄæóÄ¶í.

î„æ¶‡æ ï‡æóã„æãô‡≠ó°…·́ §ºÑÖæÄŒ∑ºíÄæóÄ¶íÄæœ§„¶,

°·æ§≈†ô≠Äï¡·°…·ô‡≠ó”Û‡Å≠Ñï‡æó œ§ªŒô¡“ï¢ª©ºôœÄ‡

“∑ÑÛŸœ§ªï‡æóÛŸÅ≠Ñ§…Äï‡æó´§≈Ç§¡ó¿ÄŒù≈·≠ÄŸ§ªó¡ï¡¶‡æŒÅ÷

ŒÖ‰÷ÖøŒöºóì„≠Ñì¿íìŸ·ï‡æóÄ‡Ù¶Äºôõ>óÄæóÄ¶íÅ≠Ñ§…Äï‡æó.
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Å„≠ãÇ¶óŒ∑ºíœó¶”í î„æ¶‡æõ>óÄæóÄ¶íÄæÅ≠Ñ§…ÄÅ„≠ãŒöºóô¶Ä?

î„æ¶‡æ õ>óÄæóÄ¶íŒöºóô¶Ä ÄŸÖøŒöºóì„≠Ñ‘í„Œ∑ºíÄæóÄ¶íÄæ”Û‡≠¡Ä.

ï‡æóÖª‘í„∑ºô“ï¢ª©ºô œ§ª/´§≈Ö>íÛæãœÖ„Ñô≠Ä©¿·Ñï¡·ï‡æóÇ¶óŒ∑ºíìŸ·‘ö.

´§ºÑÖæÄÄæóÄ¶íÄæÇº‰ÑìŸ·‘ö, ŒíºÄŒÄ¡í”Û‡©‡¶ó´§æãï¡·†¡õ>óŒöºóô¶Ä

”óÄæóÄ¶íŒï≈·≠ïø≠¿íœ†·óî≈Äù>ô¶‡æôŸ·Œöºóùªãæí´ãºÑŒ§¡ã. °·æÑ”íÄŸí¡, ï‡æóì„≠Ñ

ùæ§…Ä‘ö∑ºôÄæóÄ¶íÄæÇ≈ó≠¡Ä ã„≠ó¶‡æŒíºÄŒÄ¡í”Û‡ïºÑ´§æãï¡·†¡ùªãæí

≠ºó”íóƒ·ÑÖª‘í„∑ºô öª“´ãí”óÄæó∑ºôÄæóö¿·óö>¶œì‡́ >¶ï¡.

Äæóö¿·óö>¶œì‡́ >¶ï¡©æ†æíá‡¶ãö„≠ÑÄºóôºó´æ∑„æãœ∑Ñ‘í„

î„æ¶‡æ ùªãæíŒ´§·÷ó¡‰ôŸ·î≈ÄÄ¶íù>ôœ§ªö¿·óö>¶°·æÑ‘¶¶æ ´§ºÑÖæÄŒíºÄó„≠ãŒÄ¡í

ŒíºÄó„≠ãÄŸ≠æíÖª †¡ôºó´æ©»Åªùæô∑„æãœ∑Ñ ´§≈≠æíŒ©ºÙá¡¶¿í‘í„.

Äæóö¿·óö>¶œì‡́ >¶ï¡©æ†æíö„≠ÑÄºóôºó´æì‡æÑ& Œ´§·÷ó¡‰‘í„.

ùªãæíŒ†ìæ“ô§¿Ä (Metabolic Diseases)

ùªãæíŒ†ìæ“ô§¿Äœ†‡ó†¡õ>óÄªï>ôìŸ·Ç¶æ†©æ†æíÅ≠Ñ∑‡æÑÄæã”óÄæóóø”á„

ôæÑùæÄ©‡¶óÅ≠Ñ≠æ´æóŒù≈·≠ÄæóÖªŒ§¡óŒì¡ô“ì, †¡ùª§ºÑÑæó, œ§ª

Äæó©„≠†œöÑ. ïæíì‡æÑ&Å≠Ñ≠æ´æó öªÄ≠ôí„¶ã≠æá¡í ≠æ†¿“ó ÖæÄ“öì¡ó,

≠æá¡í‘Å†ºóÖæÄ‘Å†ºóœ§ª≠æá¡í≠ŸœÄóó¿ÄÖæÄ‘Å†ºó, óø‰†ºóœ§ªóø‰ìæó.

”ó∑‡æÑÄæãÖªì„≠Ñ†¡óø‰ã‡≠ã“öì¡ó Œù≈·≠Öª©æ†æíœãí ´§≈ö·Ùóïæí≠æ´æóŒ´§·÷ó¡‰‘í„.

î„æ∑‡æÑÄæãôŸ·†¡óø‰ã‡≠ãï¡·ÖøŒöºóùÙÑùŸ, †ºóÖªŒ∑ºí” „́ïæí≠æ´æó

ôæÑ°·æÑ©ª©>†ÄºóÅƒ‰óŒöºóÖøó¶ó´§æãœ§ª≠æíŒöºó≠ºóìª§æãìŸ·∑‡æÑÄæã.

ùªãæíŒ†ìæ“ô§¿Ä†¡Ç¶æ†∑„æãœ∑Ñ´§æã§ªíºô. î„æ¶‡æ

ùªãæíó¡‰î≈ÄÄ¶íù>ôœì‡́ >¶ï¡, ≠æÄæó´§æã°·æÑìŸ·‘öó¡‰ÄŸ©æ†æí

ö¿·óö>¶‘í„Ä‡≠óï¡·ùªãæíÖªŒ∑ºí” „́ŒÄ¡íôºó´æ©»Åªùæôï¡·∑„æãœ∑Ñ. Äæóö¿·óö>¶

≠æí§¶†Œî¿Ñ Äæóì¿íìæ†Œô¿·Ñ©»ÅªùæôÅ≠ÑÇ>óŒÖºô°·æÑ”Ä„á¿í, Äæó”á„°æö¿·óö>¶,

ÄæóÄ¿ó ≠æ´æóŒ©¡†, œ§ª/´§≈ÄæóÄ¿ó≠æ´æóù¿Œ©í.
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ìŸ·‘öó¡‰œ†‡óùªãæíŒ†ìæ“ô§¿ÄŒá¿·ÑÄ¶íù>ô“íã“ÇÑÄæó NBS:

� ùªãæíû¡ó¡§Ç¡“ìó°…Œ¢ºã (Phenylketonuria: PKU) – -

ŒíºÄŒÄ¡í”Û‡ï¡·Œöºóùªãæí PKU Öª†¡ôºó´æŒ†≈·≠ŒÅ÷ŒÖ‰÷Ä¿ó≠æ´æóï¡·†¡“öì¡ó©…Ñ

Œáº·ó¶‡æ ó>†, §¶†Œî¿Ñó>†œ†‡œ§ªó>†õ>Ñ, á¡‰ó, ‘Å‡, œ§ªŒó¡ãœÅÑ. î„æ¶‡æ

ôŸ·‘í„∑ºôÄæóö¿·óö>¶ ŒíºÄó„≠ãï¡·Œöºó PKU ÖªÄæãŒöºó“¢Äöºóãæ≠‡≠ó œ§ª/

´§≈†¡ôºó´æ©»Åªùæô≠≈·ó&.

� ùªãæíÄæœ§ºÄ“ìá¡Œ†ºÙ (Galactosemia) -

ŒíºÄŒÄ¡í”Û‡ï¡·Œöºóùªãæíó¡‰ôŸ·©æ†æíóø”á„óø‰ìæóôæÑ°·æÑï¡·†¡°…·”óó>†,

ó>†õ>Ñœ§ªó>†œ†‡, œ§ª”ó≠æ´æó≠≈·ó&‘í„. î„æ¶‡æ ôŸ·‘í„∑ºôÄæóö¿·óö>¶

ŒíºÄó„≠ãï¡·ŒöºóùªãæíÄæœ§ºÄ“ìá¡Œ†ºÙ ≠æíŒÖºôŒöºóœ§ªŒ©ºÙá¡¶¿í‘í„.

ó>†õ>Ñù¿Œ©í©ø§ºôŒíºÄó„≠ãœ§ª≠æ´æóôø§»Ñù¿Œ©í©æ†æíá‡¶ãö„≠ÑÄºóôºó´æŒ´§·÷ó¡‰‘í„.

� ùªãæíŒ†Œö¿§ ‘á¢ºô °…¢¡ó (Maple Syrup Urine Disease: MSUD) –-

ŒíºÄŒÄ¡í”Û‡ï¡·Œöºóùªãæí MSUD Öª†¡ôºó´æ”óÄæóóø”á„‘Å†ºóœ§ª“öì¡ó.

î„æ¶‡æ ôŸ·‘í„∑ºôÄæóö¿·óö>¶, ùªãæí MSUD ©æ†æíŒ∑ºí” „́Œöºóöºóãæ≠‡≠ó

´§≈Œ©ºÙá¡¶¿í‘í„. Äæóö¿·óö>¶ù„≠†í„¶ãÄæóÄ¿ó≠æ´æóôø§»Ñù¿Œ©í©æ†æíö„≠ÑÄºó

ôºó´æŒ´§·÷ó¡‰‘í„.

� Medium-Chain Acyl-CoA Dehydrogenase Deficiency

(MCADD) - ŒíºÄŒÄ¡í”Ûï¡·Œöºóùªãæí MCADD ôŸ·©æ†æí

ö·Ùó‘Å†ºó” „́Œöºóùª§ºÑÑæó‘í„. î„æ¶‡æ ôŸ·‘í„∑ºôÄæóö¿·óö>¶ ŒíºÄó„≠ã

≠æí†¡≠æÄæóŒöºóô„æÛ…, Œ´Ñ÷ó≠ó°·æÑœ∑Ñ, ≠æÄæó Û>í©ªì¿, œ§ªŒî¿ÑÅº‰ó

Œ©ºÙá¡¶¿í‘í„. Äæóö¿·óö>¶≠æí§¶†Œî¿ÑÄæóö„≠ó≠æ´æó œ§ª≠æ´æóù¿Œ©í

œÄ‡ŒíºÄó„≠ãŒ§≈‰≠ã&.

� ùªãæí“∑“†á¡©ªì¿óó…Œ¢ºã (Homocystinuria) -

ŒíºÄŒÄ¡í”Ûï¡·Œöºóùªãæíó¡‰œ†‡ó†¡ ôºó´æŒ§≈‰≠ÑÄæóœô‡Ñ“ìÅ≠Ñïæí“öì¡ó. î„æ¶‡æ

ôŸ·‘í„∑ºôÄæóö¿·óö>¶ ŒíºÄó„≠ã≠æí†¡Äæóùºíïªóæá„æ, †¡ôºó´æÄ‡Ù¶Äºôìæ, œ§ª/

´§≈ôºó´æ©»Åªùæô. ÄæóÄ¿ó≠æ´æóù¿Œ©í©æ†æíö„≠ÑÄºóôºó´æŒ´§·÷ó¡‰‘í„.
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ùªãæíì‡≠†Åºôã‡≠ã (Endocrine Diseases)

ŒíºÄŒÄ¡í”Û‡ï¡·Œöºóùªãæíì‡≠†Åºôã‡≠ã ∑‡æÑÄæãÅ≠ÑŒÅ÷©„æÑ∑Ÿ“†óÓ„≠ãŒÄ¡ó‘ö

´§≈́ §æãŒÄ¡ó‘ö.

∑Ÿ“†óœ†‡óõª§¿í“íãì‡≠†ì‡æÑ&”ó∑‡æÑÄæãœ§ª©>·Ñõ>óÄªï>ôìŸ·ÄæóŒ∑ºí¶ÙÄÅ≠Ñ∑‡æÑÄæã.

� ùæ¶ªõ¿íö>ÄÄªì¿Å≠Ñì‡≠†Ç¶ôÇ»†ŒÄ≈≠œ§ªóø‰”ó∑‡æÑÄæã (Congenital

Adrenal Hyperplasia: CAH) -

ì‡≠†Ç¶ôÇ»†ŒÄ≈≠œ§ªóø‰Å≠ÑŒíºÄó„≠ãï¡·Œöºóùªãæíó¡‰ ôŸ·©æ†æí©„æÑ

∑Ÿ“†óÇŸì¿“á§ï¡·ì„æóïæóÇ¶æ†ì¿ÑÇÙí‘í„. öª†æó©≠Ñ”ó©æ†Å≠ÑÄŸ§ªó¡,

ŒíºÄó„≠ãŒÄ¡í”Û‡ãºÑôŸ·©æ†æíõª§¿í∑Ÿ“†ó≠ºó“í©ªŒì¡“¢ó

ï¡·á‡¶ãÇ¶ôÇ»†ŒÄ≈≠”ó∑‡æÑÄæã‘í„. í„¶ãŒ´íó¡‰ †ºóÖƒ·Ñ©>·Ñõ>ó” „́

ŒíºÄŒÄ¡í≠æÄæóÅæíóø‰”ó∑‡æÑÄæã, áº≠Ä, œ§ª≠æíŒî¿ÑÅº‰óŒ©ºÙá¡¶¿í‘í„.

Äæóö¿·óö>¶í„¶ã°æÄ¿óÓƒ·Ñ°·æÑ´§≈́ §æã°·æÑ©æ†æíá‡¶ã

ö„≠ÑÄºóôºó´æŒ´§·÷ó¡‰‘í„. ŒíºÄó„≠ãõ…„ã¿Ñï¡·†¡≠æÄæóó¡‰≠æí†¡ôºó´æ

Œù¡‰†Œì¡†Ä‡Ù¶Äºô≠ª‘¶ãª©≈ôùºóùæãó≠Äï¡·Œô¿·ÑÇ„æãÇ≈õ…„áæã, Œá¿·Ñ©æ†æíœÄ„‘Å‘í„

“íãÄæóõ‡æìºí.

� ùæ¶ªô>Äõ‡≠ÑÅ≠Ñ∑Ÿ“†ó‘ï¢≠ãœì‡ÄøŒó¡í (Primary Cogenital

Hypothyroidism) - ŒíºÄŒÄ¡í”Û‡ï¡·ŒÄ¡í†æù„≠†ÄºôŒöºóùªãæíó¡‰

œ†‡óôŸ·†¡∑Ÿ“†ó ‘ï¢≠ãùÙÑùŸ. î„æöæí©ªÖæÄ∑Ÿ“†óï¡·ùÙÑùŸ, ŒíºÄó„≠ã

ÖªŒì¡ô”´ã‡á„æœ§ª†¡ùºíïªóæÄæó ïæÑ©ªÛ≠Ñá„æ. ôºó´æŒ´§·÷ó¡‰

©æ†æíö„≠ÑÄºó‘í„“íãÄæó” „́°æ‘ï¢≠ãù¿Œ©íœÄ‡ŒíºÄó„≠ã ï»Ä†≈‰.

ùªãæí∑¡“†“Ä§ô¿ó ´§≈ùªãæíŒ†ºíŒ§≈≠íœíÑ (Hemoglobin Diseases)

∑¡“†“Ä§ô¿óœ†‡óù>ô°…·”óŒáº§Œ†ºíŒ§≈≠íœíÑ.

†ºóŒ∑ºí” „́Œ§≈≠íŒöºó©¡œíÑœ§ªóø©>·Ñ≠º≠Äá¿ŒÖºó‘ö©…‡ ©‡¶óì‡æÑ&Å≠Ñ∑‡æÑÄæã.

ùªãæí∑¡“†“Ä§ô¿ó†ºÄùæ” „́ŒÄ¡íŒöºóùªãæíŒ§≈≠íÖæÑã„≠ó¶‡æ†ºó©>·Ñõ>ó

Äªï>ôìŸ·áªó¿íœ§ªÖøó¶óÅ≠Ñ∑¡“†“Ä§ô¿óï¡·°…‡”óŒáº§Œ†ºíŒ§≈≠íœíÑ.

Äæóö¿·óö>¶≠æí§¶†Œî¿Ñ Äæó” „́°æ, Äæó” „́≠æá¡í “û§¿Ä

œ§ªÄæóì¿íìæ†Œô¿·Ñ©»ÅªùæôÅ≠ÑŒíºÄ°·æÑ”Ä„á¿í.
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ìŸ·‘öó¡‰œ†‡óöªŒùíÅ≠Ñùªãæí∑¡“†“Ä§ô¿óŒá¿·ÑŒöºó©‡¶óÓƒ·ÑÅ≠ÑÄæóÄ¶íÄº·óì≠ÑŒíºÄŒÄ¡í”Û‡:

� ùªãæíŒ§≈≠íÖæÑœ§ªùªãæí≠≈·ó&Ä‡Ù¶ÄºôŒ§≈≠íŒöºóù¿í (Sickle Cell

Anemia and other Sickle Cell Diseases) -

ùªãæíŒ´§·÷ó¡‰©>·Ñõ>óÄªï>ôìŸ· áªó¿íÅ≠Ñ∑¡“†“Ä§ô¿ó”óŒ†ºíŒ§≈≠íœíÑ

”ó∑‡æÑÄæãÅ≠ÑŒíºÄ. ŒíºÄŒÄ¡í”Û‡ï¡·ŒöºóùªãæíŒ§≈≠íÖæÑ©æ†æí

ŒÖºôö·¶ã°·æÑœ∑Ñœ§ª≠æíŒ∑ºí” „́Œ©ºÙá¡¶¿íÖæÄÄæóì¿íŒá≈‰≠ùªãæí≠≈·ó& ï>·¶‘ö‘í„.

Äæóì¿íŒá≈‰≠ùªãæí´§æã°·æÑ©æ†æíö„≠ÑÄºó‘í„“íãÄæó©ºÄ°æ

ö„≠ÑÄºóùªãæí. ÄæóŒô¿·ÑœãÑ©»Åªùæôœ§ªÄæóì¿íìæ†Œô¿·Ñ°·æÑ”Ä„á¿í

©æ†æíá‡¶ã” „́ŒíºÄ ï¡·Œöºóùªãæí∑¡“†“Ä§ô¿ó†¡©»Åªùæôí¡́ §æãŒï·÷ï¡·ÖªŒöºó‘ö‘í„.

� ùªãæí∑¡“†“Ä§ô¿ó Œ≠ºá (Hemoglobin H Disease) -

ùªãæíó¡‰†¡õ>óÄªï>ôìŸ· Öøó¶óÅ≠Ñ∑¡“†“Ä§ô¿ó”óŒ§≈≠íÅ≠ÑŒíºÄ.

”ó∑‡æÑÄæãï¡·†¡∑¡“†“Ä§ô¿óÖøó¶óÓ„≠ãÄ¶‡æÖª©>·Ñõ>óŒ∑ºí” „́ÅªÓæíÅ≠ÑŒáº§

Œ†ºíŒ§≈≠íœíÑó„≠ã§>Ñ. †ºóãºÑŒöºó©æŒ´íùæ” „́Œáº§œìÄÑ‡æã Ä¶‡æö>ÄÄªì¿.

ôºóíæŒíºÄŒÄ¡í”Û‡ï¡·Œöºóùªãæíó¡‰©æ†æíŒöºóùªãæíŒ§≈≠íÖæÑœôôôŸ·∑»óœ∑Ñ

Ö>óŒî¿ÑÅº‰ó∑»óœ∑Ñ‘í„, œ§ªŒ∑ºí” „́†¡ôºó´æ©»Åªùæô≠≈·ó& ≠¡Äí„¶ã.

Äæóö¿·óö>¶≠æí§¶†Œî¿Ñ Äæóî‡æã Œ§≈≠í, Äæó” „́≠æá¡í “û§¿Ä,

œ§ªÄæó´§¡ÄŒ¶º‰ó°æôæÑ°·æÑœ§ªõª§¿íìªùºóÅ≠Ñ”á„ôæÑ°·æÑ”óÇ>¶Œ∑≈≠ó.

ÅŸ‰†…óÄ‡Ù¶Äºôõ>óÄæóÄ¶íÄæÅ≠Ñ§…ÄÅ„≠ãÖªî≈ÄŒÄºôŒöºóÇ¶æ†§ºôôŸ·?

ŒöºóÇ¶æ†§ºô. ©ø§ºô§æã§ª≠ÙíÅ≠Ñóª“ãôæãÄæóö>Äö„≠Ñ©¿íï¿Ç¶æ†Œöºó©‡¶óì>¶,

Ö>·Ñ≠‡æóœÖ„ÑÄæó ï¡·§¶†°…·”óÓ„æ 14-15 ´§≈ï¡·Œ¶ºô‘á.

ÄæóŒö¡íŒõ¡ãÅŸ‰†…ó“íãôŸ·‘í„∑ºô≠ªó»ãæíŒá¿·ÑŒöºóÅŸ‰†…ó©‡¶óì>¶

ï¡·ŒÄºôÄø”ó§ª´¶‡æÑÄæóÄ¶íÄº·óì≠Ñ†¡“ïí∑„æãœ∑Ñ´§æã°·æÑ©ø§ºô.
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ÄæóÄ¶ÄÄæó¡‰ì„≠ÑŒ©ºÙÇ‡æ”á„Ö‡æã´§æãöæó”í?

Ç‡æÄ¶íÄæ≠æíö·ÙóœöÑ‘í„. Äª¢»óæîæ†ï‡æóÛŸÅ≠Ñï‡æó, “∑ÑÛŸ, ´§≈Œ¶ºô‘á NBS

Œù≈·≠∑…„§æÇæ Ç‡æÄ¶í”óöºíÖ»ôºó. Medi-Cal, œõó©»Åªùæôœ§ªöªÄºóùºãŒ≠Äªá>ó

©‡¶ó´§æãÖªÖ‡æãÇ‡æÄ¶í ” „́. Ç‡æÄ¶íÄæÖªî≈Ä§¶†”ó”ôŒÄºôŒÑ¿óÅ≠Ñ“∑ÑÛŸ.

ï‡æóÖªôŸ·‘í„∑ºô”ôŒÄºôŒÑ¿óÖæÄïæÑ“ÇÑÄæó NBS. î„æ¶‡æï‡æó†¡ôºó´æÄ‡Ù¶Äºô

öªÄºóùºãÅ≠Ñï‡æó, Ö>·Ñì¿íìŸ· 1-800-927-HELP (1-800-927-4357) ´§≈

î„æ¶‡æ ï‡æó†¡œõó©»Åªùæôï¡·Ö‡æãÇ‡æ§‡¶ÑÓ„æ, Ö>·Ñì¿íìŸ· 1-888-HMO-2219

(1-888-466-2219).

Ä>íÛæãÅ≠Ñ¢ºîœÇ§¿ûŸŒóºÙö„≠ÑÄºóôŸ·” „́ôºóíæôŸ§¿©ºíöªÄºóùºãöªì¿Œ©íÄæóŒ∑ºí

´§≈Äæóã>ÄŒ§¡Ä öªÄºóùºã, ´§≈ö·Ùó≠ºíìæ ´§≈Ç‡æÑ¶íöªÄºóùºã” „́©…ÑÅƒ‰ó

“íã≠¡Ñìæ†§ºÄ©ªóªïæÑŒá≈‰≠ùºó, §¶†Œî¿ÑÄæóî≈Äô>·Ñ†ªì¿¶‡æŒöºóùªãæí≠ºó

”íóƒ·Ñï¡·ù>ôÖæÄÄæóÄ¶íÄº·óì≠ÑŒíºÄŒÄ¡í”Û‡. î„æ¶‡æ ï‡æó†¡ôºó´æ ≠ºó”íóƒ·Ñ”óó¡‰,

Ö>·Ñ“ï¢´æŒô¡“ï¢Å„æÑŒï¿Ñó¡‰. Äæóöªì¿Œ©íÄæóÖ„æÑÑæó“íã≠¿Ñìæ†õ>óÄæóÄ¶í

Œá≈‰≠ùºóãºÑŒöºóÄæóõ¿íÄ>íÛæã≠¡Äí„¶ã.

§…ÄÅ≠ÑÅ„≠ãÖøŒöºóì„≠Ñ∑ºôÄæóÄ¶íŒ§≈≠í≠≈·ó≠¡ÄôŸ·?

î„æ¶‡æ†¡©¿·Ñ”íóƒ·Ñï¿·Œ∑ºí” „́ï‡æóÄºÑ¶>ó”Ö, ´§≈ï‡æóôŸ·œó‡”Ö¶‡æ

≠æí†¡ùªãæíï¡·î‡æãï≠íïæÑÄø†ªùºó, Ö>·ÑöƒÄ©æï‡æóÛŸÅ≠Ñï‡æó

Ä‡Ù¶ÄºôÄæóÄ¶íÄæ≠≈·ó&. “ÇÑÄæóÄ¶íÄº·óì≠ÑŒíºÄó„≠ãŒÄ¡í”Û‡œ†‡ó

Œù≈·≠Ä¶íùªãæíï>·¶‘öï¡·©æ†æíö¿·óö>¶‘í„ œ§ª§¶†Œî¿Ñùªãæí

©‡¶ó´§æãï¡·©æ†æíÄ¶íÄæï>·¶‘ö ©ø§ºôŒíºÄŒÄ¡í”Û‡‘í„.

“ÇÑÄæóó¡‰Öªì¡§æÇæùªãæí≠≈·ó&ï¡·Œù¡‰†ŒÅ‰÷†æï¡·ù>ô”óÄæóÄ¶íÄæ œ§ªÖª†¡

Äæóö¿·óö>¶” „́ù„≠†. °·æÑ”íÄŸí¡, “ÇÑÄæóï>·¶¢ºîôŸ·‘í„Ä¶íÄº·óì≠Ñ

Œô¿·Ñï»Äùªãæíï¡·≠æíù>ô‘í„. ó≠ÄÖæÄÄæóÄ¶íÄº·óì≠Ñœ§„¶,

ŒíºÄó„≠ãŒÄ¡í”Û‡ãºÑÖªì„≠Ñ∑ºôÄæóÄ¶í©»Åªùæôï>·¶‘ö≠¡Äí„¶ã

Œù≈·≠Ä¶íŒô¿·ÑÄæóŒì¡ô”´ã‡Å≠ÑŒíºÄ, Äæó©ºÄ°æö„≠ÑÄºóùªãæí,

œ§ªŒù≈·≠á≠Ä´æùªãæíŒ´§·÷ó¡‰ œ§ªôºó´æ©»Åªùæô≠≈·ó&.
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“ÇÑÄæóÄ¶íÄº·óì≠ÑŒíºÄŒÄ¡í”Û‡Å≠Ñ¢ºîœÇ§¿ûŸŒóºÙ
ùªãæíÇ¶æ†õ¿íö>ÄÄªì¿ì‡æÑ&©æ†æíÄ¶íù>ô‘í„ Œ§¡‰†œì‡ÄæÑö¡ 2005

Œó≈·≠ÑÖæÄÇ¶æ†´§æÄ´§æãïæÑá¡¶ªÅ≠ÑŒíºÄŒÄ¡í”Û‡ œ§ªÇ¶æ†œìÄì‡æÑ

”ó≠ºíìæÄæóÄ¶íù>ô©ø§ºô ùªãæíì‡æÑ&”ó§ªãªŒíºÄŒÄ¡í”Û‡, “ÇÑÄæóÄ¶íÄº·óì≠Ñ

ŒíºÄŒÄ¡í”Û‡ÖªôŸ·ô>·Ñô≠ÄùªãæíŒ´§·÷ó¡‰”óŒíºÄó„≠ãÛ>íï»ÄÇ>ó. õ>óÄæóÄ¶íï¡·Œöºóô¶Ä

Öªô≠Ä” „́∑…„¶‡æŒíºÄŒÄ¡í”Û‡†¡Ç¶æ†©‡ÙÑ´§æãÅƒ‰ó”óÄæóù¿©…íÇ¶æ†î≈Äì„≠Ñ”óÄæóô>·Ñ†ªì¿

ùªãæí, œì‡õ>óÄæóÄ¶íï¿·Œöºó§>ôÄŸÖªôŸ·©æ†æíÇ≠ôÇ»†Ç¶æ†Œöºó‘ö‘í„ïºÑÛ>í”óÄæó

ŒÄ¡íùªãæí‘í„. ùŸ·œ†‡Ç¶ó§ª†ºí§ª¶ºÑÄ¶íŒô¿·Ñ≠æÄæóõ¿íö>ÄÄªì¿ì‡æÑ&ï¡·ŒÄ¡íÄºô§…ÄÅ≠Ñì>ó

œ§ªöƒÄ©æï‡æóÛŸ.

I. ùªãæíÇ¶æ†õ¿íö>ÄÄªì¿Å≠ÑŒ†ìæ“ô§¿Ä (Metabolic Disorders)

A. ùªãæíÇ¶æ†õ¿íö>ÄÄªì¿Å≠ÑÇæ“ô‘∑Œí¢í

� classical galactosemia

B. ùªãæíÇ¶æ†õ¿íö>ÄÄªì¿Å≠Ñ≠æá¡í ≠æ†¿“ó

� classical phenylketonuria (PKU)

� variant PKU

� biopterin disorders (4 types)

� argininemia/arginase deficiency

� argininosuccinic acid lyase deficiency (ASAL deficiency)

� citrullinemia, Type I/argininosuccinic acid synthetase deficiency
(ASAS deficiency)

� citrullinemia, Type II (citrin deficiency)

� gyrate atrophy of the choroid and retina

� homocitrullinuria, hyperornithinemia, hyperammonemia – HHH

� homocystinuria/cystathionine beta-synthase deficiency (CBS deficiency)

� methionine adenosyltransferase deficiency (MAT deficiency)

� maple syrup urine disease – (MSUD)

� non-ketotic hyperglycinemia

� prolinemia

� tyrosinemia

C.  ùªãæíÇ¶æ†õ¿íö>ÄÄªì¿Å≠Ñ≠æá¡í ≠ŸœÄóó¿Ä

� 2-methyl-3-hydroxybutyryl-CoA dehydrogenase deficiency

� 2-methylbutyryl-CoA dehydrogenase deficiency

� 3-hydroxy-3-methylglutaryl-CoA lyase deficiency
(HMGCoA lyase deficiency)

� 3-methylcrotonyl-CoA carboxylase deficiency (3MCC deficiency)

� 3-methylglutaconic aciduria (MGA), Type I
(3-methylglutaconyl-CoA hydratase deficiency)

(ìŸ·Ó„æîºí‘ö)
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� 5-oxoprolinuria

� beta-ketothiolase deficiency (BKT)

� ethylmalonic encephalopathy (EE)

� glutaric acidemia type-1 (GA-1)

� isobutyryl-CoA dehydrogenase deficiency

� isovaleric acidemia (IVA)

� malonic aciduria

� methylmalonic acidemia, mut –

� methylmalonic acidemia, mut 0

� methylmalonic acidemia (Cbl A, B)

� methylmalonic acidemia (Cbl C, D)

� multiple carboxylase deficiency (MCD)

� propionic acidemia (PA)

D. ùªãæíÇ¶æ†õ¿íö>ÄÄªì¿Å≠Ñ≠æá¡í ‘Å†ºó ≠º≠Äá¿Œíáºó

� carnitine transporter deficiency

� carnitine-acylcarnitine translocase deficiency (CAT deficiency)

� carnitine palmitoyl transferase deficiency-type 1 (CPT-1 deficiency)

� carnitine palmitoyl transferase deficiency-type 2 (CPT-2 deficiency)

� long chain hydroxyacyl-CoA dehydrogenase deficiency (LCHAD deficiency)

� medium chain acyl-CoA dehydrogenase deficiency (MCAD deficiency)

� multiple acyl-CoA dehydrogenase deficiency (MAD deficiency)/
glutaric acidemia type-2 (GA-2)

� short chain acyl-CoA dehydrogenase deficiency (SCAD deficiency)

� trifunctional protein deficiency (TFP deficiency)

� very long chain acyl-CoA dehydrogenase deficiency (VLCAD deficiency)

II. ùªãæíÇ¶æ†õ¿íö>ÄÄªì¿Å≠Ñì‡≠†Åºôã‡≠ã
� primary congenital hypothyroidism

� variant hypothyroidism

� congenital adrenal hyperplasia-salt wasting (21-hydroxylase deficiency)

� congenital adrenal hyperplasia-simple virilizing (21-hydroxylase deficiency)

III.ùªãæíÇ¶æ†õ¿íö>ÄÄªì¿Å≠Ñ∑¡“†“Ä§ô¿ó
� sickle cell anemia (Hb S/S disease)

� sickle C disease (Hb S/C disease)

� sickle D disease (Hb S/D disease)

� sickle E disease (Hb S/E disease)

� Hb S/hereditary persistence of fetal hemoglobin (Hb S/HPFH)

� sickle cell disease variant (other sickle cell disease, Hb S/V)

� Hb S/Beta0  thalassemia

� Hb S/Beta+  thalassemia

� Hb C disease (Hb CC)

� Hb D disease (Hb DD)

� alpha thalassemia major

� Hb H disease

� Hb H/Constant Spring disease

(ìŸ·Ó„æîºí‘ö)
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� beta thalassemia major

� Hb E/Beta0  thalassemia

� Hb E/Beta+  thalassemia

� Hb E/Delta Beta thalassemia

� Hb C/Beta0  thalassemia

� Hb C/Beta+  thalassemia

� Hb D/Beta0  thalassemia

� Hb D/Beta+  thalassemia

� Hb Variant/Beta0  thalassemia

� Hb Variant/Beta+  thalassemia

� other hemoglobinopathies (Hb variants)

©ø§ºôÅŸ‰†…óŒù¡‰†Œì¡†Ä‡Ù¶Äºô“ÇÑÄæóÄ¶íÄº·óì≠ÑŒíºÄó„≠ãŒÄ¡í”Û‡œ§ª§æãá≈·ùªãæí

©‡¶ó´§æã”óöºíÖ»ôºóï¡·©æ†æíÄ¶íù>ô‘í„õ‡æó“ÇÑÄæóó¡‰, Ö>·ÑŒô¿·Ñï¡·Œ¶ºô‘á–

www.dhs.ca.gov/gdb

ÖæÄóº‰ó” „́Ç§¿Äï¡·́ >¶ÅŸ‰ÄæóÄ¶íÄº·óì≠ÑŒíºÄó„≠ãŒÄ¡í”Û‡ (Newborn Screening).
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Çøîæ†©ø§ºôï‡æóÛŸÅ≠ÑÅ„≠ã
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œÖ„ÑÄæóÄ‡Ù¶ÄºôÅŸ‰†…óœ§ªÄæó∑ºÄ©æÇ¶æ†Œöºó©‡¶óì>¶

Ä>†ôŸ§¿Äæó©»Åªùæôí„æóùªãæíïæÑŒá≈‰≠Äø†ªùºóœ´‡Ñ¢ºîœÇ§¿ûŸŒóºÙ

“ÇÑÄæóÄ¶íÄº·óì≠ÑŒíºÄŒÄ¡í”Û‡ (†¡õ>ó”á„‘í„óºôœì‡¶ºóï¡ 14 Œ†©æ 2003)

©ªôºô´ãŸ‰

(Œù≈·≠∑„≠ÑÅŸŒ≠÷Œ≠Äª©æó©ªôºô©>†ô…ó, Ö>·ÑÅÙóŒî¿Ñï¡·°…·Å≠ÑÄ>†ìæ†§»‡†ó¡‰)

œÖ„ÑÄæóó¡‰≠ªï¿ôæãÄ‡Ù¶Äºô ÅŸ‰†…ó©‡¶óì>¶œ§ªÅŸ‰†…óïæÑÄæóœùíÅ≠Ñï‡æó ´§≈Å≠Ñ§…Äï‡æó¶‡æ

Öªî≈Äóø”á„œ§ªî≈ÄŒö¡íŒõ¡ã°·æÑ”í œ§ª¶‡æ ï‡æó©æ†æíŒÅ‰÷Œô¿·ÑÅŸ‰†…óó¡‰‘í„œó¶”í. Äª¢»óæ≠‡æó ”´„∑≠ôÇ≠ô.

Ó„æï¡·ïæÑÄ>íÛæãÅ≠ÑÄ>†. Ä>íÛæãÅ≠Ñ¢ºîœ§ª¢ºîôæóÄæÑ´„æ†ŒíºíÅæíôŸ·”´„óø”á„, œÄ„‘Åœ§ªŒö¡íŒõ¡ã

ÅŸ‰†…ó©‡¶óì>¶œ§ªÅŸ‰†…óïæÑÄæóœùíï¡·‘í„†æ“íãì>¶œïóÅ≠Ñ¢ºî, œ§ª∑ÙÄ∑„≠Ñ”´„†¡œÖ„ÑÄæóœó‡ó≠ó

≠ºó”íóƒ·Ñ”´„œÄ‡ô»ÄÇ>óï¡·ÅŸ‰†…ó‘í„î≈Ä∑ºÄ©æ‘¶„. ”óÄæóöªì¿ôºíìæ†Ä>íÛæãŒ´§·÷ó¡‰, ï‡æóœ§ªô»ÄÇ>óì‡æÑ&

ï¡·”´„ÅŸ‰†…óÖª‘í„∑ºôœÖ„Ñ”´„áæô”óŒ§≈·≠ÑìŸ·‘öó¡‰:

ŒÖ‰÷Ó„æï¡·õ…„†¡≠øóæíÅ≠ÑÄ>†œ§ªÖ»íöª©>Ñ©ø§ºô“ÇÑÄæóÄ¶íÄº·óì≠ÑŒíºÄŒÄ¡í”Û‡. Ä>†ôŸ§¿Äæó©»Åªùæô

ŒÄºôÄøÅŸ‰†…óï¡·Ä‡Ù¶Å„≠ÑÄºôÄæóÄ¶íÄº·óì≠ÑŒíºÄŒÄ¡í”Û‡ìæ†Äæó≠ªó»ãæíÅ≠ÑÄ>íÛæã¶‡æí„¶ã©»Åªùæôœ§ª

Ç¶æ†ö≠íùºãùæÄï¡ 124980, 125000, 125001, 125025, œ§ª 125030. ÅŸ‰†…óó¡‰

î≈ÄŒÄºôÄø“íãïæÑ≠¿Œ§ºÄ“ì¢ó¿Äœ§ª§¶†Œ≠÷ÅŸ‰†…óì‡æÑ&Œáº·ó á≈·Å≠Ñï‡æó, ï¡·°…·, Äæóö¿·óö>¶

ïæÑÄæóœùíÅ≠Ñï‡æóœ§ªÅ≠Ñ§…Ä ï‡æó. ÄæóÄ¶íÄæœ†‡óî≈ÄÄøó>í“íãÄ>íÛæã(Ä>í§ªôÙô

¶‡æí„¶ã©»Åªùæôœ§ªÇ¶æ†ö≠íùºã ùæÄï¡ 125000) œ§ªÄ>íÅŸ‰ôºÑÇºô (17 CCR 6500 Œî¿Ñ

6510)œ§ªî„æ¶‡æ ÅŸ‰†…óï¡·ì„≠ÑÄæóóº‰óôŸ·î≈Ä©ªÓ≠Ñ”´„, ≠æí©>·Ñõ>ó”´„ŒÄ¡íÄæóŒ©ºÙá¡¶¿í ´§≈ù¿Äæó

îæ¶≠óìŸ·ŒíºÄŒÄ¡í”Û‡óº‰ó‘í„. î„æ¶‡æï‡æó†¡ÅŸ‰ÇºíÇ„æóïæÑ©æ©ªÓæìŸ·ÄæóÄ¶íÄæ, ï‡æó©æ†æíŒ¶‰÷öªì¿Œ©í “ôŸ·”

ìŸ·ÄæóÄ¶íÄæ‘í„“íãÄæóÅÙóÓºÑ©≈ô≠ÄŒöºó §æã§ºÄ≠ºÄ©≠óœ§ªŒáºóá≈·”óû≠†ï¡·ô≠Äï‡æó¶‡æ ïæÑ“∑ÑÛŸ, ï‡æóÛŸ

œ§ªŒÖ‰÷Ó„æï¡·Ç§¡ó¿ÄÖªôŸ·∑ºôõ¿íá≠ô î„æ¶‡æ §…ÄÅ≠Ñï‡æóŒÄ¡í†¡ôºó´æ

ã„≠ó¶‡æùªãæíŒ´§·÷óº‰óôŸ·î≈ÄÄ¶íùŸ‰œ§ªî≈Äö¿·óö>¶œì‡´>¶ï¡.

Äæóóø”á„œ§ªÄæóŒö¡íŒõ¡ãÅŸ‰†…ó©»Åªùæô. Ä>†ôŸ§¿Äæó©»Åªùæôóø”á„ÅŸ‰†…ó©»ÅªùæôÄ‡Ù¶Äºôï‡æó ´§≈

§…ÄŒÄ¡í”Û‡Å≠Ñï‡æó©ø§ºôÄæóÄ¶íÄº·óì≠Ñ, Œù≈·≠”´„ôŸ§¿Äæóí…œ§©»Åªùæô, Œù≈·≠ÅŸŒ≠÷ÄæóÖ‡æãÇ‡æ©ø§ºô

ÄæóÄ¶íÄº·óì≠Ñ, ©ø§ºô”á„”óÖ»íöª©>Ñí„æóÄæóôŸ§¿´æóÑæó, œ§ªŒù≈·≠ì¡§æÇæÇ»óóªùæôÄæóŒô¿·ÑœãÑï¡·ï‡æó

´§≈§…ÄŒÄ¡í”Û‡Å≠Ñï‡æó‘í„∑ºô. ÅŸ‰†…óôæÑ°·æÑÖªî≈ÄŒÄºô‘¶„í>óóæóŒî¿Ñ 21 ö¡. ÅŸ‰†…óÖªôŸ·î≈Ä óø‘öÅæã.

Ä>íÛæããºÑ≠ªó»ãæí”´„ïæÑÄ>†óø”á„œ§ª”´„Œö¡íŒõ¡ãÅŸ‰†…óï¡·ù¶ÄŒ∑÷†¡Ä‡Ù¶Äºôï‡æó ´§≈§…ÄÅ≠Ñï‡æó

©ø§ºôŒ´íõ>óíº·ÑìŸ·‘öó¡‰:

� Œù≈·≠Äæó¶¿‘ÖÇ>‰óÇ¶„æ ã>ÄŒ¶º‰ó¶‡æ ï‡æó‘í„ÅÙóÓºÑ©≈∑„≠ÑÅŸŒöºóÄæóù¿Œ©í¶‡æôŸ·”´„óø”á„ÅŸ‰†…óÅ≠Ñï‡æó.

� Œù≈·≠ÄæóÖºíìº‰Ñ, Œá¿·ÑÖªŒöºóöª“´ãíìŸ·ÄæóŒ∑ºí¶ÙÄÅ≠Ñù¶ÄŒ∑÷, Œáº·óÄæóŒÄºôÇ‡æïøóÙ†.

î„æôŸ·íº·Ñóº‰ó ÅŸ‰†…óÄŸÖªî≈ÄŒÄºôŒöºóÇ¶æ†§ºô œ§ªÖªôŸ·î≈ÄŒö¡íŒõ¡ã“íãöæí©ªÖæÄÓºÑ©≈≠æó»ãæíÅ≠Ñï‡æó.

î„æ¶‡æ ï‡æóŒáºóá≈·≠æó»ãæí”´„Œö¡íŒõ¡ãÅŸ‰†…ó ï‡æó©æ†æíã>ÄŒ§¡ÄÄæó≠æó»ãæíóº‰ó‘í„ Œù≈·≠”´„°»íÄæóóø”á„

œ§ªÄæóŒö¡íŒõ¡ã”í&ìŸ·”óùæã´§ºÑ‘í„“íãì¿íìŸ·ô»ÄÇ>óï¡·†¡á≈·Å„æÑ§»‡†ó¡‰.

ïæÑÄ>†©æ†æíö·Ùóóª“ãôæãì‡æÑ&Å≠Ñì>óãæ†”íÄŸ·‘í„≠¡Ñìæ†Ä>íÛæãœ§ªÄ>íÅŸ‰ôºÑÇºôï¡·Ä‡Ù¶Å„≠Ñ. ï‡æó

©æ†æí∑„≠ÑÅŸŒ≠÷©øŒó÷Å≠Ñóª“ãôæãì‡æÑ&”óöºíÖ»ôºó ´§≈ÅŸŒ≠÷ÅŸ‰†…óŒù¡‰†Œì¡†Ä‡Ù¶Äºôóª“ãôæãÄæó∑ºÄ©æ

Ç¶æ†Œöºó©‡¶óì>¶Å≠Ñù¶ÄŒ∑÷‘í„“íãÄæóì¿íìŸ·ô»ÄÇ>óï¡·†¡á≈·Å„æÑ§»‡†ó¡‰ ´§≈Œô¿·Ñ”óŒ¶ºô‘áÅ≠Ñù¶ÄŒ∑÷ï¡·

www.dhs.ca.gov/gdb. ï‡æóãºÑ©æ†æí∑„≠ÑÅŸŒ≠÷©øŒó÷Œ≠Äª©æóÅ≠ÑœÖ„ÑÄæó©ªôºôó¡‰‘í„.
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©¿íï¿©‡¶óô»ÄÇ>óœ§ªÄæóŒÅ‰÷Œî¿ÑÅŸ‰†…ó. ï‡æó†¡©¿íŒô¿·Ñ ´§≈∑ºôŒ≠÷©øŒó÷ (Œá¿·Ñï‡æóÖªŒ©ºÙÇ‡æÄ‡æã©øŒó÷)

Å≠ÑÅŸ‰†…ó©»ÅªùæôÅ≠Ñï‡æó ´§≈Å≠Ñ§…Äï‡æóœ§ªÅŸŒ≠÷§æãá≈·ô‡≠óì‡æÑ&ï¡·ù¶ÄŒ∑÷‘í„”´„ÅŸ‰†…ó©»ÅªùæôÅ≠Ñï‡æó

´§≈Å≠Ñ§…ÄÅ≠Ñï‡æó©ø§ºôŒ´íõ>ó≠≈·ó& “íãï¡·ôŸ·œ†‡óŒ´íõ>óí„æóÄæóÄ¶íÄº·óì≠Ñ, ÄæóÖ‡æãÇ‡æ

´§≈Œ§≈‰≠Ñï¡·Ä‡Ù¶ùºóí„æóÄæóôŸ§¿´æó. î„æï‡æó´æÄŒá≈·≠¶‡æÅŸ‰†…ó”óôºóïƒÄÅ≠Ñï‡æó ´§≈Å≠Ñ§…Äï‡æóôŸ·î≈Äì„≠Ñ ´§≈

Åæí´æã‘ö, ï‡æó†¡©¿í∑„≠ÑÅŸ”´„Œù¿·óœÄ„‘Å”´„î≈Äì„≠Ñ‘í„. ï‡æó†¡©¿í∑„≠ÑÅŸí„¶ãŒ´íõ>ó©>†Ç¶óŒù≈·≠”´„

ù¶ÄŒ∑÷ì¿íìŸ·´æ ï‡æó‘í„“íãÄæóÅÙóÓºÑ©≈œÖ„Ñô≠Ä ´§≈”´„ì¿íìŸ·õ‡æóï¡·°…·≠≈·ó, ì…„‘ö©ªó¡, ´§≈õ‡æó

“ï¢ª©ºôŒï·÷óº‰ó.

ï‡æó©æ†æí©>·ÑÓºÑ©≈∑„≠ÑÅŸ”´„ù¶ÄŒ∑÷ÖøÄºíÄæóŒö¡íŒõ¡ãÅŸ‰†…óÅ≠Ñï‡æó ´§≈Å≠Ñ§…Äï‡æó‘í„©ø§ºôÅŸ‰†…óí„æó

Äæóö¿·óö>¶, ÄæóÖ‡æãÇ‡æ œ§ª¶ÙÄÑæóí„æóÄæóôŸ§¿´æó. ù¶ÄŒ∑÷ôŸ·ÖøŒöºóì„≠ÑŒ´ºóí¡óøÄæó∑„≠ÑÅŸÅ≠Ñï‡æóÄŸ‘í„.

Äæó∑„≠Ñï»Ä. î„æï‡æó´æÄŒá≈·≠¶‡æ ù¶ÄŒ∑÷ôŸ·‘í„ö>Äö„≠Ñ©¿íï¿Ç¶æ†Œöºó©‡¶óì>¶Å≠Ñï‡æó ´§≈Å≠Ñ§…Äï‡æó

´§≈¶‡æ‘í„§ªŒ†¡í©¿íï¿≠≈·ó&Å≠Ñï‡æó ´§≈Å≠Ñ§…Äï‡æó ï‡æó©æ†æí∑„≠Ñï»Ä‘í„ “íãïæÑ“ï¢ª©ºô

´§≈ïæÑÖ>íÛæã©>·Ñ‘öï¡·: Privacy Officer, CA Department of Health Services, P.O. Box

997413, Sacramento, CA 95899-7413, 916-445-4646 ´§≈ (877) 735-2929 TTY/TDD.

ï‡æóãºÑ©æ†æíì¿íìŸ· Secretary of the Department of Health and Human Services, Office for

Civil Rights ï¡· 50 United Nations Plaza, Room 322, San Francisco, CA 94102, “ï∑ª©ºô

(800) 368-1019. ´§≈ï‡æó©æ†æí“ï¢‘öï¡· U.S. Office for Civil Rights ï¡· 866-OCR-PRIV (866-

627-7748) ´§≈ 866-788-4989 TTY.

ïæÑÄ>†ôŸ·©æ†æí°»íáªÑºÄÄæó”´„Äæóá‡¶ãŒ´§≈≠í„æó©»Åªùæô ´§≈Œ∑ºí©¿·Ñï¡·ôŸ·í¡ìŸ·ï‡æóôŸ·¶‡æÖª”ó∑…ôÄæó”í& ÄŸìæ†

î„æ¶‡æï‡æóìºí©¿ó”Öã≈·óÇø∑„≠Ñï»Ä ´§≈óø”á„©¿íï¿Ç¶æ†Œöºó©‡¶óì>¶”í&”óœÖ„ÑÄæóó¡‰.

ï¡·°…·©ø§ºôì¿íìŸ·Å≠ÑÄ>†. ÅŸ‰†…ó”óû≠†ó¡‰î≈Ä∑ºÄ©æ‘¶„“íãïæÑÄ>†ôŸ§¿Äæó©»Åªùæô, Genetic Disease Branch.

´>¶Ó„æÅ≠Ñ´„≠ÑÄæó©æÅæí„æóùªãæíŒá≈‰≠Äø†ªùºó Ç≈ï‡æó George Cunningham, M.D., 850 Marina

Bay Parkway, F175, Richmond, California, 94804 (510-412-1499).

Ä>íÛæã¶‡æí„¶ãáæ¶≠æŒ†§¿Äºóï¡·ù¿Äæó

Çøîªœ´§ÑŒ§≈‰≠ÑÄæóŒÅ‰÷Œî¿ÑœÖ„ÑÄæóœ§ªÅŸ‰†…ó

óª“ãôæãŒ§≈‰≠ÑÄæóôŸ·ÖøœóÄ“íã≠¿Ñ”©‡Ç¶æ†ù¿Äæóœ§ª

Çøîªœ´§ÑŒ§≈‰≠Ñ“≠ÄæíŒï·÷ïÙ†Äºó”óÄæóÖ„æÑÑæó

Ä>†öªáæ©>ÑŒÇæª, ¢ºîœÇ§¿ûŸŒóºÙôŸ·ÖøœóÄô»ÄÇ>ó“íãŒó≈·≠Ñ†æÖæÄÇ¶æ†ù¿Äæó”óÄæóÖ„æÑÑæó

´§≈”óÄæóã≠†∑ºôŒÅ‰÷ œ§ªÄæóŒÅ‰÷Œî¿Ñ“ÇÑÄæó ´§≈Ä¿íÖªÄøì‡æÑ&Å≠Ñ¢ºî.

∑≠Ñõ…„≠øó¶ãÄæó, Office of Civil Rights, 714 P Street, Room 1050, Sacramento, CA

95814 ‘í„∑ºô†≠ôÛæã”´„öª©æóÑæóœ§ª©≈ôìŸ·Äæóöªì¿ôºíÅŸ‰Äøó>íŒ§≈‰≠ÑÄæóôŸ·ÖøœóÄ”óÄ>íÛæã¶‡æí„

¶ãáæ¶≠æŒ†§¿Äºóï¡·ù¿Äæó (Title II of the Americans with Disablilities Act, ADA).

ÅŸ‰†…óÄ‡Ù¶ÄºôÅŸ‰Äøó>íÅ≠Ñ ADA, œ§ª©¿íï¿ï¡·Äøó>í‘¶„”óóº‰ó, ©æ†æíÅŸ∑ºô‘í„ÖæÄõ…„öª©æóÑæó ADA.
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„́≠ÑÄæó©æÅæí„æóùªãæíïæÑŒá≈‰≠Äø†ªùºó (Genetic Disease

Branch) †¡Ö»íöª©>Ñ°æÄ©ªÓ≠ÑÄæóôŸ§¿Äæóï¡·†¡Ç»óóªùæô” „́œÄ‡

ôºóíæÇ≠ôÇ>¶”ó¢ºîœÇ§¿ûŸŒóºÙ œ§ªã¿óí¡∑ºôûºÑÇ¶æ†Ç¿íŒ º́ó

œ§ªÇøœóªóøÅ≠Ñï‡æó.

© CA Department of Health Services, Genetic Disease Branch, Newborn Screening Section, Œí≈≠ó†¿î»óæ, 2005
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